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Table 12.1. Genotypes and phenotypes of the patients with mtCM 



Genotypes 


Patients 


Sex/ Age 


Mit" 


Mit"" 


Syn 


Sympts 


Finds 


Arrhyths 


Complts 


IMit" 


HCM P-3 


m, alive 25 


AP6, CO3 






CTR 47 


negT 




ret pig 




HCM P-10 


m, alive 41 


AP6, N3, Nx, N2, 






CTR 54 


neg T 










CO2, N3, N5 














HCM P- 7 


m, alive 65 


AP6> N5, N5, b 






CTR 47 


negT 






II mit" 


HCM P-5 


m, died 53 


AP6,N3,AP6 


COi 




CTR 53 


EF 41 


AF.CRBBB 






DCM P-i 


m, died 75 


N6, lb 


COi, b 




c m 


EF 17 


AF 






TSCXA t> -» 
XJKjWI jf-2. 


111, died 45 


AP6, N3 


COi 




CTR 67 


EF 12 


AF 




III syrT 


HCM P-8 


f, alive 18 


Ni, N4, N5 




tRNA Uu 




hypok 








MCM P-i 


m, died 19 


AP6, N3, N2 




tRNA Asp 




hypok 




seiz 


IVmit- 


HCM P-9 


m, alive 21 


Ni 




tRNA Thr 


c m 


hypok 


CLBBB, LVFS red 


ment 


+syn~ 


HCM P-4 


m, died 20 




b 


rRNA 


c m 


negT 


WPW 


deaf, NP, 


















seiz, ment 






DCM P-3 


f, transpl 7 




COi, b 


rRNA 


CTR 68 


EF 10 


St 


mitr reg> 




















transpl 




HCM P-6 


f, died 54 


AP6, N3» N2, N4 


Ni 


tRNA Leu * 


c m 




AVbl 


DM, NP 




FICM P-i 


m, died 1 


AP6, N3, N2> Ni, 


CO2, b 


tRNA Ue 


CTR 71 




pvc 


arrest, 








N2, N2, COi, b 










bradycardia 


seiz 



HCMP-2 m, died 45 AP6,N3,N2 > 
AP8, N6 

HCMP-i m, alive 21 AP6,N3,Ni 



N 5 



tRNA Thr CTR 68 



hypok, 
EF20 

AP6,N4 tRNA 1 * 11 * CTR 58 hypok, WPW, 
EF45 st 



NP 

DM, deaf, 
ment 



Abbreviations: rait" defined as a base- substitution that causes replacement of a nonconserved amino acid; mit~" as replacement of an amino acid conserved,among 
6 known kinds of mammalian species, with block capital as replacement of the amino acid associated with change of its polarity; syn" as base-substitution in the 
genes coding for components of the mt protein synthesis system that substitutes the conserved base and/or base-pair among mammals; CO, cytochrome oxidase; b, 
cytochrome b; N, NADH dehydrogenase; AP, ATPase; tRNALeu* transfer RNA Leu < UUR >; rRNA, 12S ribosomal RNA; finds, findings; arrhyths, arrhythmias; complts, 
complications; cm., cardiomegaly, CTR, cardiothoracic ratio, %; neg T, negative T wave; EF, ejection fraction, %; hypok, hypokinesia AF, atrial fibrillation; CRBBB, 
complete right bundle branch block; CLBBB, complete left bundle branch block; LVFS red, reduction of left ventricular fractional shortening during systole; AV bl, 
atrio-ventricular block; WPW, the Wolff-Parkins on- White syndrome; s t, sinus tachycardia; pvc, premature ventricular contraction; ret pig, retinitis pigmentosa; 
ment, mental retardation; deaf, deafness; NP, nephropathy; seiz, convulsive seizure; mitr reg, mitral regurgitation; DM, diabetes mellitus; transpl, heart 
transplantation. 
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